[Familial hypobetalipoproteinemia: Report of a family and review of Spanish contributions].
Familial hypobetalipoproteinemia (FHBL) is a rare autosomal codominant disorder of lipoprotein metabolism characterized by low levels of apoprotein B, beta-lipoproteins, total cholesterol and low-density lipoprotein cholesterol. The heterozygous condition is normally asymptomatic whereas homozygotes are clinically indistinguishable from patients with abetalipoproteinemia. We report a Spanish gypsy family with four heterozygous members. Both the propositus and her mother presented acanthocytosis. Given the high degree of familial consanguinity between cousins, the heterozygous members were given genetic counselling to prevent homozygote descendants of heterozygotes. We review a further four previously reported Spanish families with FHBL.